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Mutation analysis of the USH2A gene in Japanese patients with non-syndromic autosomal recessive
retinitis pigmentosa
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WEEORK EOEE

HEME o 3825 (Retinitis Pigmentosa, RP) 1%, LML EHE (A58 F R DOBERER: NEANEIZSE
FHIDBARNE EATIEDOR B THD, RP 1T, W YA MENER S, RS PR, X M
BRI FNHIL, ZAIVETIT 56 O REBR D FESIL TS, 72, RP 1L, Usher SEfERE
X0, Bardet-Biedl JEMEHEL W S TIEMAED 1 FT LEL THENHI TR JEBREMED RP 5 [K#E
n N VINIEY (RIS YoV

FEEE 1X, BEA D EYS (Eyes Shut Homolog) iB15 1-28 B E SV FERE EAEME T Y i)
PEEIRZ AT D RP 24795 82 N&ExI5:L 1L C, Usher JEMEREEIEIE BEREME RP O B EE 5 2L
THNDHILD USH2A {1 DR B 21T o7, fEE B S OA&GROL L, # Y72 informed
consent Ffi 412 B 7 ) 5 DNA ZHEFEL . USH2A B 5 D4 72 =%/ % PCR A AL 7y —
I AE TR U, ZDFER, 4 NDOBFENS 5 FitH (c.685G>C (p.G229R),
€.3595_3597delGAA (p.E1199del), ¢.2776C>T (p.R926C), €.8559-2A>G, €.468-14G>A) DI 5
RIZEFAN, FE1=, D 3 AHE 3 FRDOI AL 225 R (€.7037A>G (p.H2346R), ¢.7156G>T
(p-V2386F), €.14243C>T (p.S4748F) M[FIESAIZ, HAN RPIZEITH USH2A AR - B OF|
BIE, HESEFITIX 4%, FIREMEDOHHLOLED T T% THY, Bk NZBITHENLVEHLMNIC
Dipd ZOFHELT, BCKIZZ 1 2299delG & p.C759F 2 H N H A NIZERO LNRNWZENE 2
BTz, IHIT, ZOHOFEMAEERAIRFHIELY . USH2A Bs 1251255 RP 23, 30 50D
DOFBEREIR TS0, 50 ik LARE D i FERH IR F AR VM LT, SR A& B, ARBFSE2 B R
N FEIEMERENE Y AR B PRI 2 A7 D RP I2F1F% USH2A &5 O 52 HmEL L, S5I2,
I8 BIGVEBE ORRR RS E IS L= 2 &2 @ <G L 7=,
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